Megalocornea-mental retardation syndrome (MMR) is a rare autosomal recessive disorder presenting with megalocornea, mental and motor retardation, hypotonia, seizures, short stature, and characteristic dysmorphic traits (MIM 249310). We present a new case in order to delineate with more accuracy the typical phenotype. (JMed Genet 1996;33:882-883) 
The proband is the second child of healthy, non-consanguineous parents. The neonatal period was complicated by convulsions and phenobarbital was introduced.
We examined the patient at the age of 2 years. Her length was 76 cm , weight 8250 g (-3 SD), and OFC 48 cm (50th centile). Dysmorphic traits such as mild frontal bossing, large eyes with a slight antimongoloid slant and small epicanthic folds, depressed nasal base, short philtrum, long upper lip with downward slanting corners, and micrognathia were noted (fig 1) . Ophthalmological examination showed megalocornea with corneal diameters of 13 mm without other ocular abnormalities. The heart, lungs, liver, and spleen were normal. Mild joint hyperlaxity and kyphoscoliosis were present. Of slender build and markedly hypotonic, she was not able to food. On psychological testing at this time her development was equivalent to 8-9 months.
All laboratory examinations performed were normal. EEG showed slow baseline activity and auditory evoked potentials showed delayed brainstem conduction. On magnetic resonance imaging of the brain, symmetrical delay of myelination in the parieto-occipital regions was observed. The karyotype was 46,XX (prometaphase chromosomes).
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